We report a dysmorphic boy with a de novo partial trisomy lq. The boy has microcephaly, bilateral cleft lip and palate, low set and dysmorphic ears, brain anomalies, pulmonary stenosis, duodenal obstruction, dysplastic kidneys, and bifid thumbs. The trisomic segment lq32-qter is duplicated with an inverted insertion at lp36.3. The aberration was initially detected at amniocentesis and confirmed and defined by GTG banding, chromosome microdissection, and FISH on postnatal blood samples. The parents had normal karyotypes. De novo partial duplications of chromosome lq have rarely been reported. Comparison of our patient with other published pure trisomy lq cases showed similarities which allowed the further delineation of the trisomy lq syndrome.
Trisomy 1 q is a rare condition. In three recent reports clinical similarities and differences between patients with duplications of the long arm of chromosome 1 have been discussed and the cases published so far reviewed. 1 The reported cases of partial trisomy 1 q include trisomies of all segments of the q arm of chromosome 1 (lq21-qter), but most consist of trisomy lq32-qter'-6 and q42-qter.1 2 [17] [18] [19] [20] [21] [22] [23] [24] Fre- quently, however, they are accompanied by other chromosome aberrations which have made the definition of a phenotype difficult. -24 De novo duplications without another chromosome aberration appear to be rare since only three cases with pure trisomy 1 q of the (1) (q32-qter) segment have been published.25-27 Here we describe a patient who has a duplication of the lq32-qter segment, which is inserted at the terminal end of the short arm of the same chromosome in an inverted orientation. Our patient confirms the previously described features of trisomy 1 q and allows further delineation of the associated syndrome. Diagnosis of the trisomic segment based on pure cytogenetic methods would have been difficult without the use of a chromosome paint, microdissection with reverse painting, a telomere lq probe, and a terminal ip probe. Therefore this case illustrates the significant diagnostic value of FISH in cases where the parental chromosomes are normal or not available.
Materials and methods

CASE REPORT
The proband is the second child of a 30 year old mother and a 29 year old father. In the 30th week ofgestation amniocentesis was performed because of hydramnios, a vitium cordis, and suspected renal agenesis and gastrointestinal obstruction on ultrasound. The boy was born at 37 weeks of gestation by caesarean section (weight 2600 g, length 45 cm, head circumference 36.5 cm, Apgar 4-8-8). The following dysmorphic features were observed on physical and clinical examination after birth (fig 1) : hydrocephalus, an asymmetrical skull, wide sutures and large fontanelles, a prominent forehead, and dilatation of the lateral ventricles and the frontal and temporal subarachnoid space. There were also low set, posteriorly rotated, anteverted ears, abnormal helix and anthelix, hypoplastic lobes, tragus, and antitragus, and sensory hearing loss, as well as blepharophimosis, congenital ptosis, sparse eyelashes, downward slanting palpebral fissures, bilateral hypoplasia of the papilla of the optic nerve, and alternating divergent strabismus. He had a broad, beaked, pointed nose with a flat nasal bridge, bilateral cleft lip and palate, oesophageal stenosis, tracheal stenosis, tracheomalacia, pulmonary stenosis, atrial septum aneurysm, tricuspid insufficiency, duodenal obstruction and malrotation, widely spaced nipples, 13 pairs of ribs, multicystic dysplastic left kidney, dysplastic right kidney, a maldescended testis, hypospadias and phimosis, bilateral preaxial polydactyly (bifid thumbs as a result of duplication of the terminal phalanx), and long and overlapping toes (IV over V).
Fig 2 shows the boy at the age of 18 months. Surgery for the duodenal atresia, cleft lip, phimosis, and hypospadias was done within the first seven months. A tracheostomy was performed after two months. Whereas at birth the somatic data were in the normal range his development was delayed at the age of 18 months (weight 6380 g = <3rd centile, length 69 cm = <3rd centile, head circumference 42.5cm = <3rd centile). At the last follow up at (fig 3) . Hybridisation with a chromosome 1 specific paint also hybridised to the additional segment on chromosome 1 (fig 4) . Hybridisation with the telomere 1 q probe showed a signal on the q arm of the normal chromosome 1 and a signal on both ends of the aberrant chromosome 1 (fig 5) . Hybridisation with the terminal chromosome 1 midisatellite probe showed a signal on the p arm of the normal and of the aberrant chromosome 1 (fig 6) . Reverse painting with the amplified p arm fragment of the aberrant chromosome 1 showed a hybridisation signal on the p arm and on the end of the q arm of chromosome 1 (fig 7) . In combination with analysis of GTG banded high resolution prometaphase chromosomes, the trisomic area was defined as 1 q32-qter. This By chromosome painting with a whole chromosome paint, the origin of the additional material could be determined and, subsequently, the exact assignment of the unknown chromosomal material to a defined chromo- 
